A female with the Brown-Vialetto-Van
Case report
The proband was born at term after a normal delivery. There was no history of adverse factors during the antenatal period. Development was normal. She was a healthy, athletic young girl who was a good swimmer with no neuromuscular problems before the onset of her illness. At the age of 12 years, over the course of a few weeks, she experienced rapid onset neurosensory deafness. The following year she developed rapidly progressive weakness with clumsiness of her upper limbs and difficulty in washing, dressing, writing, and combing her hair. At that time her mother noted she tended to shake and twitch particular at night. During the day she was sleepy. She also complained of shortness of breath. It was also noticed that she was unable to rise from lying, her speech was soft, and she had difficulty with swallowing.
When aged 131/2 years, she was treated with steroids for 12 months, during which time her condition improved. When she was 15 years old she began to deteriorate again. On clinical examination of the cranial nerves the fields of vision were full and the pupillary responses were normal. The optic discs were pale but the optic fundi were normal. Visual acuity was normal. The external ocular movements were full. There was no ptosis. There was unsustained nystagmus on lateral gaze. The corneal responses were present. The jaw jerk was not obtained. There was weakness of the orbicularis oculi but muscles around the mouth had normal power. There was severe neurosensory deafness. The gag reflex was normal. The sternomastoid muscles were weak. The tongue was was small, wasted, and fasciculating.
There was marked wasting of the muscles of the hands and forearms, more severe distally (MRC grade 2) than proximally (MRC grade 3/4). Power in the legs was grade 4-proximally and normal distally. The In four or possibly five families two or more sibs were affected (table). Vialetto2 described an affected female who had three affected sisters and a normal brother. In the family reported by Van Laere3 an affected female had four affected sisters. The family described by .oudin et al" had two affected female sibs and in the sibship reported by Galiai et al'2 a brother and a sister were affected. Lombaert et a19 also described an affected female whose brother was possibly affected. In all of these families the parents were clinically normal and there were no other affected subjects apart from those in the sibship. These pedigrees support an autosomal recessive mode of inheritance. In another family reported by Van Laere3 the proband was an affected male and deafness was present on both sides of the family.
In the present family inheritance could be autosomal dominant. The proband had an affected paternal aunt and her father, a paternal uncle, and possibly a paternal first cousin had neurosensory deafness. It is possible that some persons with the gene may not be severely affected. Some families have been described in which very mildly affected patients have been reported only because of more severely There is a preponderance of reports in which the affected subjects are females, and the male reported by Gallai et al'2 was much more severely affected than his sister. It is also possible that this disorder is X linked, with occasional lethality in affected males. Although case 11.2 in the present kindred had deafness alone, there was no male to male transmission. 
